a p i t a 1 S a i n t -V i n c e n t d e P a u l , P a r i s , F r a n c e .
w i t h a m b i g u o u s g e n i t a l i a a n d 1 g i r l w i t h c l i t o r o m e g al y a g e d 1 2 d a y s t o 4 y e a r s . S a l t l o s s was o v e r t i n 3 c a s e s , m i l d i n 1, a n d i n 1 was o n l y d e t e c t e d b y h i g h p l a s m a r e n i n a c t i v i t y . P l a s m a d e h y d r o e p i a n d r o s t e r o n e (DHA) was e l e v a t e d a c c o r d i n g t o a g e i n a l l 5 p a t i e n t s ( 1 2 t o 1 6 0 n g / m l ) , w i t h a n i n c r e a s e d DHA/A4 a n d r o st e n e d i o n e ( A 4 A) r a t i o , A 4 A i t s e l f b e i n g s l i g h t l y e l e v a t e d i n 3 . A l l p a t i e n t s h a d i n c r e a s e d p l a s m a l e v e l s o f 1 7 O H -p r o g e s t e r o n e ( 1 7 OH-P), 2 . 8 t o 1 3 . 3 ng/ml, l o w e r t h a n i n 2 1 -h y d r o x y l a s e d e f i c i e n c y .
T h e s e d a t a d e m o n s t r a t e 1/ t h a t m e a s u r e m e n t o f p l a s m a DHA a n d A 4 A a l l o w s e a s y d i a g n o s i s o f 3 OH-D d e f i c i e n c y , w i t h o r w i t h o u t a p p a r e n t s a l t l o s s : 2/ t h a t a l i m i t e d i n c r e a s e o f 1 7 OH-P, p o s s i b l y r e l at e d t o a n e x t r a -a d r e n a l 3 p OH-D a c t i v i t y , may p a r a - Familial male pseudohermaphroditism due to 54-reductase deficiency Two Greek brothers (46XY) aged 16 and 18 years were brought up as females because of predominantly female external genitalia with clitoromegaly and urogenital sinus. At puberty there was genital masculinization with development of male musculature and body habitus without gynaecomastia. Both subjects changed from a female to a male gender role. Psychosexual orientation was male. Internal genitalia were normally formed with an ejaculate containing mature spermatozoa. In both subjects plasma testosterone(T) and androstenedione(A) were elevated, dihydrotestosterone(DHT) was in the low normal range and the plasma T/DHT ratio was elevated (34, 36). Plasma oestrogens were normal whereas SHBG binding capacity was elevated. The urinary 5P-aetiocholanolone/5u -andros terone ratios were elevated compared with normal subjects. Basal LH was normal but the LH response to LH-RH was exaggerated. Basal and peak FSH were elevated. The clinical and hormonal features are consistent with impaired peripheral conversion of T to DHT due to deficiency of 54-reductase.
61 U n i v . K i n d e r k l i n i k K i e l and MUnchen, and
o s t e r o i d l e d u c t a s e D e f i c i e n c y -Plasma S t e r o i d s and I n c u b a t i o n S t u d i e s w i t h T e s t i c u l a r T i s s u e .
I n i n f a n c y , t h e p r o p o s i t a was d i a g n o s e d as a c a s e o f t e s t i c u l a r f e m i n i s a t i o n . A t t h e age o f 14 she s u f f e r e d f r o m s e v e r e symptoms o f v i r i l i s i n g p u b e r t y w i t h p o o r b r e a s t d e v e l o p m e n t . Plasma s t e r o i d a n a l y s e s r e v e a l e d a t e n f o l d e l e v a t e d a n d r o s t e n e d i o n e c o n c e n t r a t i o n (A4 = 1562 n g / d l ) . T e s t o s t e r o n e ( T = 266 n g / d l ) was i n t h e p u b e r t a l r a n g e . T h u s t h e 4 4 / T -r a t i o was f a r a b o v e n o r m a l . The e s t r o n e / e s t r a d i o l r a t i o was a l s o e l e v a t e d ( E l / E 2 = 1 0 . 2 / 2 . 2 n g / d l ) . A 4 , T , E l , a n d E2 c o u l d n o t b e s u p p r e s s e d b y dexamethasone, b u t r e a c t e d p r o m p t l y t o f l u o x y m e s t er o n e (&I = 7 8 1 n g / d l ) . H C G c a u s e d a f u r t h e r i n c r e a s e o f t h e 4 4 / T -r a t i o ( 2 2 2 0 / 2 4 6 n g / d l ) ; ACTH d i d n o t a l t e r t h e & -c o n c e n t r a t i o n . These f i n d i n g s t o g e t h e r w i t h s i m i l a r i n v e s t i g a t i o n s a f t e r gonadectomy s u g g e s t t h a t t h e f a i l u r e t o c o n v e r t 4 4 t o T and E l t o E 2 i s r e s t r i c t e d t o t h e t e s t e s . I n -v i t r o i n c u b a t i o n s o f t e s t i c u l a r t i ssue showed a l m o s t no 1 7 -k e t o s t e r o i d r e d u c t a s e a c t i v i t y . T h i s f o r m o f m a l e p s e u d o h e r m a p h r o d i t i s m c a n e a s i l y be d e t e c t e d a l r e a d y i n i n f a n c y , i f s t e r o i d a n a l y s e s and s t i m u l a t i o n t e s t s a r e p e r f o r m e d , and p a t i e n t s s
h o u l d b e s u b m i t t e d t o e a r l y o r c h i d e c t o m y i n o r d e r t o a v o i d v i r i l i s a t i o n i n p u b e r t y .
P. HEIDEMANN', P. STUBBE, W. BECK*.
D e p t . of P e d i a t r i c s , U n i v e r s i t y of G l j t t i ng e n , F e d e r a l R e p u b l i c o f Germany. O x a n d r o l o n e t r e a t m e n t f o r g r o w t h p r o m o t i o n i n T u rn e r ' s s y n d r o m e . P r o g r e s s i v e g r o w t h f a i l u r e i n p a t i e n t s w i t h t h e p u r e f o r m o r m o s a i c i s m o f T u r n e r ' s syndrome c a u s e s s h o r t s t a t u r e . O x a n d r o l o n e ( O x ) h a s b e e n r e p o r t e d a s b e i n g e f f e c t i v e i n p r o d u c i n g a c c e l e r a t i o n i n h e i g h t i n t h e s e p a t i e n t s . 25 p a t i e n t s 10 t o 1 7 y e a r s o l d
w e r e t r e a t e d o r a l l y w i t h Ox i n a d o s a g e o f 0.1 mg/ k g / d a y f o r 1 t o 3.5 y e a r s . Growth v e l o c i t y p e r y e a r (mean 4 SD) f o r a l l p a t i e n t s was 2.8 2 1.0 c m b e f o r e t r e a t m e n t and 5.3 i 2.1, 3.9 f 1 . 9 and 2.8 2 1 . 8 c m a f t e r 1 , 2 and 3 y e a r s o f t h e r a p y , r e s p e c t i v e l y . P a t i e n t s y o u n g e r t h a n 1 4 y e a r s e x h i b i t e d t h e b e s t r e s p o n s e . Bone a g e r e m a i n e d r e t a r d e d d u r i n g t r e a t -! ment. U s i n g t h e method o f B a y l e y and P i n n e a u f o r h e i g h t p r e d i c t i o n we f o u n d t h a t t h e e s t i m a t e d h e i g h t i n c r e a s e d f r o m 143.2 2 5.4 t o 145.8 f 5.9 cm f o r a l l p a t i e n t s a f t e r 1 y e a r o f t r e a t m e n t . A 3 y e a r f o llow-up o f 8 p a t i e n t s showed a n i n c r e a s e of p r e d i c t e d h e i g h t f r o m 140.6 f 5 . 1 cm t o 1 4 6 . 1 f 4.6 c m . O u r d a t a i n d i c a t e t h a t O x h a s a b e n e f i c i a l e f f e c t ( p 4 0 . 0 0 1 ) o n g r o w t h v e l o c i t y f o r t h e f i r s t y e a r of t h e r a p y and may c a u s e a m o d e r a t e g a i n i n f i n a l a d u l t h e i g h t .
N. STAHNKE* and R.P. WILLIG In conclusion, C increases gonadotropins and testicular steroids. In spite of higher El and E2, G is reduced in most patients. This may be due to a higher T/E ratio or interference of C with E2 at the receptor site. 
